SUMMARY A family is reported in which several members have the Cornelia de Lange syndrome and other members show facial dysmorphism and other features reminiscent of this syndrome. The segregation pattern is consistent with the view that the dysmorphic features (variable) are the manifestation of a single gene in heterozygous form. Chromosome abnormality was not found.
In 1933 Cornelia de Lange, a distinguished Dutch paediatrician, described two unrelated infant girls' with a syndrome characterised by mental retardation and physical anomalies involving face and limbs. 1 The frontal hair line was encroaching the forehead, which was small. The nose was long and beaky and the upper lip was thin and down-turned with a long philtrum. The palate was high arched and there was marked micrognathia. The ears were large, malformed, low set, and posteriorly rotated. The hands were small, the palms were square, and the fingers were short and stubby (fig 3) . There was clinodactyly of the little fingers of both hands. Both feet showed forefoot abduction, hallux valgus, and overriding third and fourth toes (fig 4) . The neck was short, with a low posterior hair line. However, there was no radiological evidence of any cervical spine anomaly. The genitalia were not fully developed and only the left testicle could be felt, high up in the scrotum. Dermatoglyphs did not show any abnormal pattern. Cytogenetic studies (prometaphase banding) confirmed a normal male chromosome complement.
The mother (11.7) of the proband was also examined by one of the authors (DK). She was short statured (height 151 cm) with small hands and short stubby fingers. She had facial features consistent with the diagnosis of the Cornelia de Lange syndrome, but she appeared to be mentally normal. Dermatoglyphs were not unusual. Cytogenetic studies revealed a normal female chromosome complement. One of the cousins of the proband (111.25) was examined by one of the authors (BLG). She was born on 22.2.72 and weighed 1-5 kg at birth which was at 30 to 32 weeks' gestation. She had a stormy neonatal period and was very slow to take feeds. She progressed very slowly and remained in the neonatal nursery up to the age of 6 months. Her subsequent development was very slow. Her physical growth has been markedly retarded (height and weight below the 3rd centile). She 
